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Overview of submitted records: 2020

Jan 01, 2020 @ 1,026,969
Feb 01, 2020 @ 1,041,077
Mar 01, 2020 = 1,055,499
Apr 02,2020 @ 1,084,731
May 01, 2020 = 1,136,163
Jun 01, 2020 | 1,142,645
Jul 01, 2020 | 1,255,451
Aug 01, 2020 = 1,302,013
Sep 01, 2020 = 1,307,377
Oct 01, 2020 = 1,310,477
Nov 01, 2020 @ 1,315,943

Overview of changes in the release of November 5, 2020

Content

Brief

ClinGen Hearing Loss Variant
Curation Expert Panel

Quest Diagnostics Nichols Institute
San Juan Capistrano

Institute of Human Genetics,
University of Leipzig Medical Center

Integrated Genetics/Laboratory
Corporation of America

Diagnostic Laboratory, Strasbourg
University Hospital

Human Genome Sequencing Center
Clinical Lab, Baylor College of
Medicine

University of Washington Center for
Mendelian Genomics, University of
Washington

Autoinflammatory diseases unit, CHU
de Montpellier

Broad Institute Rare Disease Group,
Broad Institute

NIHR Bioresource Rare Diseases,
University of Cambridge

Service de Génétique Moléculaire,
Hopital Robert Debré

Pathology and Clinical Laboratory
Medicine, King Fahad Medical City

Explanation

ClinGen Hearing Loss Variant Curation Expert Panel submitted 7 novel variant interpretations and updates to 3
records.

Quest Diagnostics Nichols Institute San Juan Capistrano submitted 1791 novel variant interpretations and
updates to 677 records.

Institute of Human Genetics, University of Leipzig Medical Center submitted 1189 novel variant interpretations.
Integrated Genetics/Laboratory Corporation of America submitted 319 novel variant interpretations and updates
to 260 records.

Diagnostic Laboratory, Strasbourg University Hospital submitted 479 novel variant interpretations.

Human Genome Sequencing Center Clinical Lab, Baylor College of Medicine submitted 319 novel variant
interpretations.

University of Washington Center for Mendelian Genomics, University of Washington submitted 542 novel
variant interpretations.

Autoinflammatory diseases unit, CHU de Montpellier submitted 202 novel variant interpretations.

Broad Institute Rare Disease Group, Broad Institute submitted 167 novel variant interpretations.

NIHR Bioresource Rare Diseases, University of Cambridge submitted 145 novel variant interpretations and
updates to 20 records.

Service de Génétique Moléculaire, Hopital Robert Debré submitted 152 novel variant interpretations.

Pathology and Clinical Laboratory Medicine, King Fahad Medical City submitted 149 novel variant
interpretations.



Faculty of Health Sciences, Beirut

Arab University

coming soon: change in how p.
expressions are stored in XML

Faculty of Health Sciences, Beirut Arab University submitted 134 novel variant interpretations.

Soon we will change the way we handle p. expressions that are incomplete because they lack an accession.
version, e.g. p.Tyrl863Cys. We will store these descriptions in the XML files as alternate names, rather than as
HGVS expressions.

Overview of submitted records: 2019

Jan 01, 2019
Feb 07, 2019
Mar 01, 2019
Apr 01, 2019
May 01, 2019
Jun 01, 2019
Jul 01, 2019
Aug 01, 2019
Sept 01, 2019
Oct 01, 2019
Nov 01, 2019

Dec 01, 2019

759562

778673

782638

787656

795045

811551

819827

825177

881419

888298

889968

893196

Overview of submitted records: 2018

Jan 01, 2018
Feb 01, 2018
Mar 01, 2018
Apr 01, 2018
May 01, 2018
Jun 01, 2018
Jul 01, 2018
Aug 01, 2018
Sep 01, 2018
Oct 01, 2018
Nov 01, 2018

Dec 01, 2018

579543

582113

593651

610005

645149

676018

676575

685942

701880

708726

715516

749203

Overview of submitted records: 2017

Jan 01, 2017
Feb 01, 2017
Mar 01, 2017
Apr 01, 2017

May 01, 2017

396005

405182

406220

446265

482941



Jun 01, 2017 | 486420
Jul 01, 2017 = 488658
Aug 01, 2017 | 492592
Sep 01, 2017 = 504299
Oct 01, 2017 ' 512373
Nov 01, 2017 517157

Dec 01, 2017 519359

Overview of submitted records: 2016

Jan 01, 2016 | 172867
Feb 01, 2016 # 176710
Mar 01, 2016 = 178032
Apr 01, 2016 = 180549
May 01, 2016 = 181155
Jun 01, 2016 | 192617

Jul 01, 2016 = 204415
Aug 01, 2016 = 209842
Sep 01, 2016 = 210200
Oct 01, 2016 = 213499
Nov 01, 2016 = 236420

Dec 01, 2016 = 240042

Overview of submitted records: 2015

Jan 01, 2015 | 149013
Feb 01, 2015 156999
Mar 01, 2015 = 162455
Apr 01, 2015 171408
May 01, 2015 = 172044
Jun 01, 2015 = 173236

Jul 01, 2015 | 184506
Aug 01, 2015 154686
Sep 01, 2015 = 158580
Oct 01, 2015 160538
Nov 01, 2015 | 170931

Dec 01, 2015 | 172006

Overview of submitted records: 2014

Jan 01, 2014 68204

Feb 01, 2014 = 73492



Mar 01, 2014 = 83343
Apr 01, 2014 111501
May 01, 2014 = 112349
Jun 01, 2014 | 117209
Jul 01, 2014 = 127132
Aug 01, 2014 | 127557
Sep 1, 2014 143114
Oct 1, 2014 | 143601
Nov 1, 2014 = 144117

Dec 1, 2014 148008

Overview of submitted records: 2013

Apr 05, 2013 = 30333
May 01, 2013 = 30386
Jun 01, 2013 = 39047
Jul 01, 2013 = 39170
Aug 01, 2013 = 45901
Sep 01, 2013 = 50263
Oct 01, 2013 = 52047
Nov 01, 2013 = 64750

Dec 01, 2013 = 64881
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